A 7-week-old infant, who had been born at term with à dif®cult' delivery by forceps rotation and Ventouse extraction resulting in a large cephalo-haematoma, was taken to his general practitioner with a 10-day history of vomiting and screaming episodes and was diagnosed as having infantile colic. Two days later he was seen at his local casualty department with bleeding from one nostril, hypothermia (35.2 8C), a bulging anterior fontanelle and drowsiness. There was no history of trauma other than at birth. Fundoscopy of the eye, performed by the local paediatrician without dilatation of the pupils, was judged normal. There were no signs of external injury. He had two generalized tonic clonic seizures. A computed tomographic scan showed an acute left occipital subdural haematoma, and he was transferred to Great Ormond Street Hospital for Children with a Glasgow coma score of 9. There were less than a dozen haemorrhages at the posterior pole of the right eye, not extending into the retinal periphery. These were subhyaloid domed, intraretinal dot and subretinal with one haemorrhage on the optic disc. One haemorrhage was seen at the left macula. There was no suggestion on history or examination that this was a case of shaken-baby syndrome. A skeletal survey was normal. He had had one dose of oral vitamin K in the neonatal period and was partly bottle-fed. A coagulation pro®le was within normal limits for age 7±4.0]). Platelet count was 339610 9 L 71 [150±450]; however, the bleeding time was grossly prolonged at more than 15 min (normal up to 10 min). A test dose of DDAVP (desmopressin acetate) corrected his bleeding time but caused hyponatraemic seizures 4 . When platelet function studies showed reduced aggregation with ADP and a mixed defect of nucleotide storage and release (see Table 1 ) a diagnosis of Hermansky± Pudlak syndrome (HPS) was suggested. HPS is an autosomal recessive inherited disorder characterized by oculocutaneous albinism, tissue accumulation of coroid pigment and a bleeding diathesis due to platelet abnormality. Electronmicroscopy of platelets showed normal features with alpha granules and some dense bodies present. The child had white blond hair, but apart from his retinal haemorrhages the eye examination was normal for age with no signs of albinism.
Just before his second birthday the health visitor detected a squint and he was managed by his local ophthalmologist. He was a healthy well-cared-for child with no sequelae from his neonatal illness. Further review at the age of 3 years reveals that his hair is now light brown; he does not have iris translucency or nystagmus. However, in favour of a diagnosis of HPS are the ®ndings of a 20 dioptre esotropia, with reduced visual acuity of 0.4 (crowded LogMar), foveal hypoplasia, and blond fundi. He also has crossed asymmetry of the¯ash visual evoked potential on uniocular recording, consistent with the chiasmal anomaly common to all forms of albinism 5 . Absence of iris transillumination is not unusual in HPS or in ocular albinism with brown irides, but absence of nystagmus is rare in albinism. We have another child in our care who has steady ®xation, yet has all the other features of HPS and is from pedigree where the three other affected members do have nystagmus. The patient in this report does not have any known Puerto Rican or Swedish ancestry. 
COMMENT
Intracranial haemorrhage is infrequent after accidental head trauma in children with a congenital coagulopathy 6 . This child had had a traumatic delivery followed by seizures. It is possible that the few haemorrhages at the posterior pole of the eye were the result of birth. However, in normal infants, birth haemorrhages should have resolved before 6 weeks of age; in most cases, this happens within a few days. The more sinister retinal ®ndings of macula schisis or paramacular folds 7 , often seen in cases of shaken-baby syndrome, were absent. It has been suggested that seizures may be a cause of retinal haemorrhage in neonates. Most studies produce negative evidence, yet only include older children 1, 3 . One child who had seizures from 10 days was found to have unilateral retinal haemorrhages at 23 days 1 . The presence of a bleeding disorder does not exclude coexisting child abuse.
We believe that in this case birth trauma, seizures and a mild bleeding disorder together were suf®cient to explain the subdural haematoma and retinal haemorrhages. We emphasize the importance of including an assessment of platelet function in neonates presenting with suspected shaken-baby syndrome. Platelet dysfunction can be tested with template bleeding time (which involves a cut in the skin) but this is being replaced by the platelet function analyser 8 . This is the only report of Hermansky±Pudlak syndrome presenting in this manner, as it is usually a very mild disorder. The minor bleeding diathesis in HPS is primarily attributable to de®ciency of platelet dense bodies/ granules 9 . However, a1-antitrypsin de®ciency can give rise to late haemorrhagic disease of the newborn, with a peak incidence between 2 and 12 weeks of age, and occasionally presents with intracranial haemorrhage 10 . Intracranial haemorrhage occurs in up to 4% of newborns with haemophilia 11 and has been reported in factor XIII de®ciency 12 .
